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1 ¥—x47v20ER

sa 472 b - ¥ a7 (Creutzfeldt-Jakob disease, LATF [CJD] & 3,) icftF
INDB TV A VI, SEICHET T 2 RAIKAREREE ., I4 7 v — X X CoMiEiERE 2
L. EHEESRELR T 2B R EMERCTH 5,

DIt [RpE R EIRRpt e ). BHED [HEH O 835 103 2 BRI B 2 68 (U
T TERE] &vd,) ICHO K 7Y A VIR T & O EERE O BEERE 2 E BT R O HEE O R
I, BERAEMAZEZHRMAT 22 icmoT03, 1999 FE X W KADREE CRAlfERs
BICEKEDOFE) Mo Niz 7 ) F VRO ZhaHE ORIRFHER N T (XEE T BRI E
fligh& DEFRMEY A Vv REGC B 2 FAENITEHE] (2002 FEX Y 7V A4 ViR R OEFEE
7 AN REGHEICB 3 2 FAEMZEYE], 2010 FE XD [TV A VRO —_ A4 T v R & EY
THICBEF 2 BT ~BIT L7z MUT THFZEHE] &5 .) ICkfia ., 70 A4 v
OWFRICTEH INE 2 L L in o7z,

2 =4 TR

HRMETIZ CID =4 F Vv RAFES RBRICTVAVHT—_A FVAFERLUIRL
oo U TRES] L), 2REL. HASEZ 10 7'v v 71250 1 THRHRENEL S
R EOBMEEZ -4 TV RAFHLE LTHEL TV S, =4 7V AREIF, &
HEFR O 7Y A R EME GRS EME) o) 215 T, HHNE IO CRPEER
2 W) BRI L R ES O BRIC AT & 0 2 BRIRFI AR AN OISl S o iz B icowC, JFAlE L
TRHICEHREZIT > T 5, 2006 £ 5 13 [EEYYEE D T & IERYSE © B#F 1T
% ERICBE T 25 (RYUER) D w TR O NZZEFIc O W TH AR E 35
L5k otz, AEEZITI D BICH —_A TV RBEPL T Y 4 VIRt EEBLH L 72 5E
BHCOWTHFEBRICHTEL T2, IHIC, =4 Ty RFE0—BL LT, 2EDHIK
Ep b 7 ) A VIFERSDN S BEICOWT, 7Y A VEAHEGRA DK E N A -
MRERRTE 2 v £ — (AATIZHALRSE) 1. BSR4 A~ — 7 — & O RIFK
FILHFEOLN L0, INOOFEMBFAFEIIEHL T2, b, ULofFEldwInd EH
(B2 VIEFRE) ORIBEFEONEEEICOAEML TV 2,

EHRICBIE I N A REATIE., -4 FVRARBLOLWMEINITAERKEL D L,
il 2 DEEFICOWT, R SN - BB - SR ). BTN &% 5Hi L <
Wb, ZRERTORHHEEZRETT Y A VIR LRBEINTREHNET — 2 X —RIcEFHRI N5, MU
Eo X5 BFht & AR CESRI NAIESNL, FECHIE R CEHIIC 2 E R I AR
BEML, ZOBORIEBIIL TS, 72, 2017 44 A% 5 1% Japanese Consortium
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of Prion Disease (LAF [JACOP| &\295,) X 23 7Y F VKo AAERA & il L CR#E
ZiED TN D,

A|ETIE, CNETTHERINTEZT—XIT, 202549 H 11 H, 12 HichifEx -
FEATHRMNINEEREMZ -, BAEEICET 2 7V 4 ViR — <4 5 v 2OBUk %
35,



3 ¥—RATVROBR
(1) FER O
1999 44 A 1 H2>5 2025 4 9 H £ cofiflic, WF7EdiFHEs)m 2 U T 10,490 flo ¥

HiR (EEGZED.) PIEEI N, 8255 fIBZEA TR I iz, ZD 5B, 5,661 ffil
TIVAVIRERD LN, T— X RXR—RICEHFKI N7z, 2025 F 9 HOEZBEATIE, 332 |2
oSt e n, 2056, 22501087 ) A viRe LTS Lz, FRICKRE &7z 332
PloMNERIZ, IFEN: CID 23 181 i (54.5%). EItE 7" A Vi3 43 61 (13%). RITFED
7Y F R 1] (0.3%). ZWIEARIEFIZ 1141 (3.3%). 7V & v IREERIA 64 i

(19.3%). ZWHREFI 3281 (9.6%) 72-72 (F1), b, ZHAAGIL LT LB
FHED 72 D ICZWNC B2 MG b T AW 03 C & 7 dr o 7ol 2RI & IR E
RORF R TR O FEMOFAE LTS 5 LW S =l z BT 5,

(2) Wi L AR ERT

BRIEHI R0 L o NERIZ, TN CJD 28 4,285 il (75.7%). Z %I CJD 8 1
B, BESHEED H 5 CID 23 94 6 (1.7%). BB OJHKIC X 2 #51E CJD 25 1
Bl SBIRPE T Y A VRt 1,259 Bl (22.2%). RSO 7Y A+ hins 21 1 (0.4%) 72572

(F2),

BYEDRERIFZAMFEM: CID 28 1,899 5 (44.3%). THEEAEIED & % CJD 2% 40 {5

(42.6%) . @it 7V F K23 510 ] (40.5%) <, ZEA CID @ 1 HloMHIZHE M, @
A LAS DR IRNIC X 255 CTD @ 1 flo il 72 - 72, FmFElmohdefE (1usy
fr#ipr) (%, IFEME CJD 28 71 ik (64, 77). WHERSMEIED H 2 CJD %% 61 % (49, 69). i
7 & v 74 5% (62,81) <, ZHEA CJD @ 1 FloFfnit 48 k. WEAELI D
JRIRNC X 2 #5H: CID @ 1 Bl ERRZ 75 772 - 72,

W OMEEMEIC B T, fEFEHID D 2 E G TN CID 28 416 #l (9.7%) ., TR~ HE
D H % CID 28 41 il (43.6%). BIGMEZY A v 28 150 fl (11.9%) 72572, 12ISHER
B123 5 6> 3 B & I ANFENE CJD 25 3,224 il (75.2%) . FEIEREAEED & % CJD 25 37 {4

(39.4%) . BEETET Y A vii2s 1,092 61 (86.7%) 72> 7-, ZHA CID o 141, WAL
LA o JRIKIC X 2 E5E CTD o 1 FlXfEFEHI 72 - 72,

TVAVEAEELRTICIEa N 129 L a Py 219 KIEESRPA LN TE D, FIEI
Bl LT3, DOBEICE VT, 2 F v 129 %R TR SR 5 A F 4 = v s EHEAK

(LUF Met/Met] &v»5,) odio 2EIE1Z, 5N CID 2% 2,645 il (95%). HHEFAH
JED B % CID 2% 64 5l (95.5%). #EfatE 7V & v s 1,005 ] (82.7%) 7257z, Z2HA!



CID @ 1l &, BB ORI X 2 #1151 CJD I Met/Met 72072, —J5. 2 bV
219 LMD L RO L 72 I vt EEAER (AT [Glu/Glu) tvwdH,) o3
HE 3, MFNE CID 28 2,759 6 (99.5%). FEEEEMEIED & 2 CJD 2% 61 fil (92.4%) . &
BTV A vios 1,164 # (98.4%) 72-7z, ZHM CID o 14 &, B O JHIA]
IC X 2#SM CID 13 Glu/Glu 72572, 72720, 7'V 4 vEAEEL FREXZ KT OH D
MU BAFET 5,

DRED TV I VY —_4 7V ROFREDO VL D ICHIRE GRS 2D L, 7V A4 VK
DWEEZWI ETHIRULATH 5720, HIREIGOm LIZEETH 2, BEBHED S 2
CJD TIEHIREIG L PCm WA H 2 A3, Z DM DA CIIMERGID D 2 ElE 1% 10%
BREICE EEoTW» 5, BFEZECHENEIC X 2 MRy R EECEREEE T R
KOWTOXEEZIT LI L0 TE, BESTREIREMBCNT 2 K-+ bEMBLTW
%,

(3) EEMET VA VRICE T 28I TAR T L 0BARRHEOET
BRMEZ ) A VIRIE T ) A VvEHEHOERFERICK > TEIBECID, 7 AR =y -
ZbaAfRT7— x4 vh—%F (Gerstmann-Striussler-Scheinker &, LAF [GSS] & w»
50) BICUERIEEAIRSE (Fatal Familial Insbmnia, LAT [FFI] &\w9,) Ic48In
%, BIEWT Y A VIKICE T 32 ERELETFEARONRIZ, V180D GEEM: CJD) 43 705
(56%). E200K G#E{ztk: CJD) 231395 (11%). M232R GE{zfk: CJD) 23 141
(11.2%). P102L (GSS) #1735l (13.7%). P105L (GSS) #%24 i (1.9%), D178N
(FFD) 25 1461 (1.1%). % OfthidZE 5 63 1 (5%) 72-7= (£3),

B DRERIE, V180T 25 243 5] (34.5%). E200K 23 69 {5l (49.6%). M232R %3 69 {4
(48.9%). P102L %3 82 f5 (47.4%). P105L %% 13 f5l (54.2%). D178N 25 7 i (50%)
72 ot. FIREMOPHAE (MAAZEIFA) (X, V180I 238 80 j% (75, 84). E200K 2% 62 ji%
(55, 68). M232R %3 67 % (60, 73). P102L 2357 j#% (51,62). P105L £ 46.5 i% (41,
48). D178N %356 /% (50, 61) 7257z,

2 F v 129 %R1C Met/Met @ 8 2 &4 1. V1801 28 537 fii] (76.6%). E200K 2% 131
5l (94.9%), M232R 23 137 5l (97.9%). P102L %3 147 {5 (93.6%). P105L 73 0 {3,
D178N 28 13 il (92.9%) 72 o7z —Ji. 2 F v 219 %< Glu/Glu © 7% 2 Hl &1,
V1801 2% 696 il (100%). E200K 2% 128 f§i (92.8%). M232R 7% 139 fiil (99.3%). P102L
25 13165 (94.9%). P105L 78 16 5] (100%). D178N £ 13 5l (100%) 72 - 7=,



FRBRDUNSED TV A Vv EHEEETEROEFIR4 0@ Y TH o7z, BLICHT
LEZBEARAND 7 ) A VEHEBEETOMEIITOA TRV, KETEELIZD bT
W3 72 DISEIBTE T ) A VIR &HE S NSERID B Y . B TAEROFEM AT B 5 AR
bEFRI N TS, b, TN CD LHE S NEFOHRICIE 7Y 4 v BEAEEKR B
B TONL T HRWEDZEN TV 5,

IR TARICBET 2RI O N HE I, BEBS LU ZOFEICH LTAFREE S 725
THREEZ R L CERASEM LA vWZ ik, BERTAREEZN LT ) I ViROEKICD
A BAREE AR ECTE RV, Z DDA TIE. T L ARG ICZ O{n T AR DR
DERICOWTHHAZIT) CLicLTwd, B TREOHREERICOWTIE, HARRICIE
FIREXT 2 Z2JFAIE LTw 32, KEICGCTEER A LT3, I ILE
BRI LTEROE A Y v ) Y Z7OEMRSSIMLTH Y, EEEIC Lo THFE— b
ZiToTWwW3,

(4) RIFEZ & DRBRDEXIMER

FIREZ L OfEFE (/100 1 AE) OFEXIMER TR, 2021 FFD 2.5 235D KE (| 2014
D 2.4, 2020 SED 2.4, 2013 4FED 2.4, 2018 4ED 2.3 2372 (K1),

8

YA TV ZFERPLEEINS 7Y A VRO RERIT 2021 4 % CHIERITDH 3
2, FNUBEFABMIETLTWwEXS5IKRA3%, LaLl, CREHRFL T2 &I N
FCIRBBEOHMZEST 2720 TH Y, =4 7 v ZOMGITHE > T 2021 4L D 1Y
MLTL 3LFHEINE,

(5) HEMEEDH 2 CJID OB

INETIARY =4 7V RATERINMEEBHEEDD 2 CID IR 2 1CR-T LB 94
Hl<dh b, SEOFESTRHICERINIIEH X Rdr o7, 0D I HlDIEIC,
DIRfic ¥ —_4 7 v AT CJD & LTEEkI N, % O%OEHHEIC X D B 2348
L7 Efl & | 2 ic 2 ERR A LR A R S . & ORISR 23 FIH L 7= K
ew b e, B, WESHEEDD 2 CID 12 157 HIAREAIC L > THERI LTV 3,
MRS % 52\ B JRIK & 70 o 7R RE D INERIZ, AR 28 70 5] (45%). MHim2s 27
(17%) . KIEZBNRRE A 10 F] (6%). BaiifE2s 7 6 (4%). #2884l (5%). FA 7
Bl (49%). BHIEIREEEAS 19 ] (12%). =SAHERAS 7 61 (4%). At & (LRESS 1 6
(19%). MG CTA DA D focus BRETFA 161 (1%) TH o7z,



EREAEANEIE D B 5 CID ORIRF O M2 BT 5 &, BIFEH S H o 7zHIC, 1995 FF D
15§, 1998 4E> 12 fil, 1997 FF D 11l ch -7 (K 2), WESE? S REE coMAR D
FHIF 13.6 . R/AMEIX 1E, RAMEIZ38ETH-72 (K3),

MHERAEIE D & 5 CJD 13 2023 SEIC 2 > TH MR I NTH Y, H—4 7 v 2OHkEA

WETH D, WERNEZZT 55K L ko 72 RigIE. WEE 850z o, ik zh
TR, % K DEFH 1987 48 (BEH 62 4F) DRI T AL HLIRTIc Al & 2 7= %
DT, B DS EED H 2 CID &)W £ cOMFIT R 2 HmIc S 2, D
PRIRAE R % 2 T 72 R D i, IHUE oM S vz 2 & AV L
W3 1993 4F CFR5 4E) Rl (14]) %BRE . WUFEEEZ T DURT O WAL 72 0 228
RO 2 DT L Tnirv, Z OftIHEESHED flRetE2 & 2 FER S H 0 . BifE
HIFHRINENTH 2, ARWTFRIETIL. BEBFEREREDH] O 21278 o 7256, £ DHNEICDOWT
FIRED» O KEICHHT 2 X 5 IKIHL Tw 5,

4 FEEE

INFTTERREINTEZT—XITA, 2025 F9 HIChfEIN2H —_ 4 7 Vv ARES
TR ENAEREMZA-EHREZHRE L7, ENETOH -4 7V 2EELOHKRIZ. K
ERBEDTLUTD Web 4 FTARLTWS (X7 v a— N[

5 Web¥%4 o URL
(1) ZVF VRO —xA4 T v R L REYTFRGICEE 3 3 FAFIedr

https://square.umin.ac.jp/prion/

(2) Japanese Consortium of Prion Disease (JACOP)

https://square.umin.ac.jp/jacop/

(3) EHRBERERZEHIBER Y € v X — AREAFLHM (70 AV F—< 4 7 v R)
http://www.jichi.ac.jp/dph/inprogress/prion/

6 XF

[21]) 2025 9 Al —x 4 7 v 2 REESDFEE


https://square.umin.ac.jp/prion/
https://square.umin.ac.jp/jacop/
http://www.jichi.ac.jp/dph/inprogress/prion/

2 WEFH IITHEES  BEf Z Dt B

MFEE CJD 5 (2.8%) 120 51 (28.2%) 0 181
(69.1%)

WIEET Y 4 VR 0 43 (100%) 0 0 43
KD 7 ) A VIR 0 1 (100%) 0 0 1
Z WA 0 0 0 11 11
70 & VIR EH 0 0 0 64 64
2 W R E 1 0 0 0 32 32

CID: ZuAY 7=} - ¥a7yE
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MFHE CJD WEEHEEDOH % CID EBEHETY 4 VK
N = 4,285 N =94 N = 1,259

B (%) 1,899 (44.3) 40 (42.6) 510 (40.5)
FER RS (W AIEIE) 71 (64, 77) 61 (49, 69) 74 (62, 81)
ZHIOHERE (%)

it F2 451 416 (9.7) 41 (43.6) 150 (11.9)

ESE 3,224 (75.2) 37 (39.4) 1,092 (86.7)

58Ul 645 (15.1) 16 (17) 17 (1.4)
2 Fv 129 %8 (%)

Met/Met 2,645 (95) 64 (95.5) 1,005 (82.7)

Met/Val 127 (4.6) 3 (4.5) 209 (17.2)

Val/Val 12 (0.4) 0 1(0.1)

ENi 1,501 27 44
2 F v 219 %8 (%)

Glu/Glu 2,759 (99.5) 61 (92.4) 1,164 (98.4)

Glu/Lys 11 (0.4) 5 (7.6) 17 (1.4)

Lys/Lys 4(0.1) 0 2 (0.2)

ENi 1,511 12 28 76
FEMRE (%)

I/ m—X R 79.4 85.1 43

HEATPERRANAE 98.6 97.9 92.5

IINIHE TR 47.6 72.3 41.9

R 38.9 39.4 14.9

SRR 58 71.3 47.9

SRS e 47.8 60.6 38.7

EBEES 77.2 85.1 58.5
BT R (%)

PSD 77.1 66 24.9

RS D TR IAL 60.7 78.7 54
BT R (%)

14-3-3 &M 63.8 30.9 58.4

RT-QuIC 34.5 4.3 12.2

CID:7uA4Y 7=z}t -« ¥a7yg,

Y v, PSD : JEHIE RS ALE.

Met: AFA=v, Val: XY v, Glu: ZVvx IV, Lys:
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(53] BT A viHIcE T 2B FRR T L ORERNEFH D LR
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B CJD GSS FFI
V1801 E200K M232R  P102L  P105L  DI78N
N=705 N=139 N=141 N=173 N=24 N=14
Hte (%) (34.5) 69 (49.6) 69 (48.9) 82 (47.4) 13(54.2) 7 (50)
FIAER A (orhEimE) 80 (75,  62(55,  67(60, 57 (51, 47(41, 56 (50,
84) 68) 73) 62) 48) 61)
ST OREER (%)
it S 151 74 (10.5) 28(20.1) 20 (14.2) 14(8.1) 2(8.3) 5(35.7)
EYES TS 630 111 121 159
(89.4) (79.9) (85.8) (91.9) 2017 3643
EE\ Ml 1(0.1) 0 0 0 0 0
2 Fv 129 %8 (%)
Met/Met 537 131 137 147
(76.6) (94.9) (97.9) (93.6) 0 13 (92.9)
Met/Val 163 7() 321 10(64) 22(100) 1(7.1)
(23.3)
Val/Val 10.1) 0 0 0 0 0
N 4 115 1 16 2 0
a Fv 219 %8 (%)
Glu/Glu 696 (100) 159 Bl 600y 13 (100)
(92.8) (99.3) (94.9)
Glu/Lys 0 10(7.2)  1(0.7)  6(4.3) 0 0
Lys/Lys 0 0 0 10.7) 0 0
FNiY 9 1 1 35 8 1
FEMR (%)
I m—% 2 33.3 74.8 70.9 28.3 33.3 42.9
HETTPERRAE 97.4 97.8 95.7 65.3 83.3 100
IINBRE PR 27 53.2 41.1 93.1 29.2 35.7
PRE RS 9.2 32.4 35.5 5.8 4.2 28.6
PR 42.7 65.5 56 45.1 75 21.4
HERA i e 39.6 41 41.8 22 58.3 57.1
mEVERS 52.6 77.7 76.6 51.4 50 42.9
AT R (%)
PSD 6.7 78.4 70.9 11.6 4.2 0
B E) DRI 58.4 61.9 53.2 35.8 16.7 78.6




Bzt CJD GSS FFI
V1801 E200K M232R  P102L  P105L  DI178N
N=705 N=139 N=141 N=173 N=24 N=14

BampT R (%)

14-3-3 & H 70.4 64.7 61 12.7 4.2 42.9
RT-QuIC 2.6 45.3 35.5 3.5 0 214

CID:7uA4vy 7zt « ¥a7¥H, GSS: Gerstmann-Striussler-Scheinker J%, FFI : ZSE 5 HE
HERHRSAE, Met: AF4=>, Val: NV v, Glu: Zvx I v Lys: U< v, PSD : MRS
.
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(5] EGETVAVIEICEB TS 7Y A vEHEELFEROES

EROFM (%) N=1259 ZEROHM (%)

V1801 705 (56) E196K 2(0.2)
P102L 173 (13.7)  E200K + 24 bp Deletion* 2(0.2)
M232R 141 (11.2)  OPR Insertion (168 bp) 2 (0.2)
E200K 139 (11)  OPR Insertion (U ¥'— +EAHH) 2(0.2)
P105L 24 (1.9) E200G 1(0.1)
A~BH 18 (1.4) E200K + M232R 1(0.1)
D178N 14 (1.1)  OPR Insertion (216 bp) 1(0.1)
V1801 + M232R 7 (0.6) OPR Insertion (72 bp) 1(0.1)
OPR Insertion (120 bp) 6 (0.5) OPRinsertion (120 bp) 1(0.1)
V2031 4 (0.3) R208H 1(0.1)
OPR Insertion (96 bp) 3(0.2) T188K 1(0.1)
R232R 3(0.2) V180I + 24 bp Deletion* 1(0.1)
V2101 3(0.2) V1801 + S237F 1(0.1)
Codon 178 (2 bp Deletion) 2 (0.2)

OPR : Octapeptide Repeat Insertion, bp : base pair.
*24 bp Deletion I3JENEER TII7R K, MhLHTHh 5,

[(M1] RFREZ L D7) F VIR HEERRDF MR

) M\

.20
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R IFNE O L o BRRBEB R EEMEIC L5 ADTIRLCEHER L 72,
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(2] WEBAERED H 5 CID DFIHE D IrAf

15

BEH

T T T T T

6O DD DN VDO LD RN D
AR PR IP cOUFZN IR SRR SLSP S

,\Q,\Q\Q,\Q,\Q)\@\Q\Q\Q,\Q\Q)\@\Q,\@\Qq/oq/oq/gq/oq/ Q,QQ,

CJD: Zu4Y 7zt -¥asi

[X13]) BEERAEIRED & 2 CJD DREERAE A & Fhk £ T D WA D 74

15

0 5 10 15 20 25 30 35 40
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CID: Z7wuAY 7t - ¥Yari
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